A 65-year-old man, who was diagnosed with Pompe disease when he was 50 years, developed memory loss and urinary urgency. His medical history showed severe left hip arthrosis with osteonecrosis which caused intense pain and functional limitations. The patient was also affected by chronic obstructive pulmonary disease, benign prostatic hyperplasia, and hyperamylasemia.
midbrain, suggesting neurodegenerative disease. The neurosurgeon did not recommend any treatment. Angio-MRI of the cerebral arterial circle did not revealed any vascular anomalies.
The patient started Myozyme ® 20 mg/kg every 2 weeks. After 1 year, he was able to walk unaided. Muscular strength was 5 in every muscle examined, no extrapyramidal signs were observed, and his cognitive status was stable. Actually, he is lame because of osteonecrosis of the left hip and has been referred to the orthopedic surgeon.
CONCLUSION
Although GSD II is considered to be a multisystemic disorder in which glycogen accumulation is present in several organs, 1 a case of GDS II together with normal pressure hydrocephalus has, to our knowledge, only been reported in an 8-month child. 2 In addition, the literature reported two cases out of 39 affected by GSD II associated with hydromyelia. 3 In the above-mentioned case, the normal pressure hydrocephalus is probably a comorbidity rather than a peculiar manifestation of Pompe disease. However, a great benefi t was seen in motor symptoms after treatment with Myozyme ® and, moreover, no progression of cognitive defi cit was observed.
